
Genetics
Home
Reference

Your Guide to Understanding
Genetic Conditions

vitiligo
Vitiligo is a condition that causes patchy loss of skin coloring (pigmentation). The
average age of onset of vitiligo is in the mid-twenties, but it can appear at any age. It
tends to progress over time, with larger areas of the skin losing pigment. Some people
with vitiligo also have patches of pigment loss affecting the hair on their scalp or body.

Researchers have identified several forms of vitiligo. Generalized vitiligo (also called
nonsegmental vitiligo), which is the most common form, involves loss of pigment
(depigmentation) in patches of skin all over the body. Depigmentation typically occurs
on the face, neck, and scalp, and around body openings such as the mouth and
genitals. Sometimes pigment is lost in mucous membranes, such as the lips. Loss of
pigmentation is also frequently seen in areas that tend to experience rubbing, impact, or
other trauma, such as the hands, arms, and places where bones are close to the skin
surface (bony prominences). Another form called segmental vitiligo is associated with
smaller patches of depigmented skin that appear on one side of the body in a limited
area; this occurs in about 10 percent of affected individuals.

Vitiligo is generally considered to be an autoimmune disorder. Autoimmune disorders
occur when the immune system attacks the body's own tissues and organs. In people
with vitiligo the immune system appears to attack the pigment cells (melanocytes) in
the skin. About 15 to 25 percent of people with vitiligo are also affected by at least
one other autoimmune disorder, particularly autoimmune thyroid disease, rheumatoid
arthritis, type 1 diabetes, psoriasis, pernicious anemia, Addison disease, or systemic
lupus erythematosus.

In the absence of other autoimmune conditions, vitiligo does not affect general health
or physical functioning. However, concerns about appearance and ethnic identity are
significant issues for many affected individuals.

Frequency

Vitiligo is a common disorder, affecting between 0.5 percent and 1 percent of the
population worldwide. While the condition may be more noticeable in dark-skinned
people, it occurs with similar frequency in all ethnic groups.

Genetic Changes

Variations in over 30 genes, occurring in different combinations, have been associated
with an increased risk of developing vitiligo. Two of these genes are NLRP1 and
PTPN22. The NLRP1 gene provides instructions for making a protein that is involved
in the immune system, helping to regulate the process of inflammation. Inflammation
occurs when the immune system sends signaling molecules and white blood cells to a



site of injury or disease to fight microbial invaders and facilitate tissue repair. The body
then stops (inhibits) the inflammatory response to prevent damage to its own cells and
tissues.

The PTPN22 gene provides instructions for making a protein involved in signaling that
helps control the activity of immune system cells called T cells. T cells identify foreign
substances and defend the body against infection.

The variations in the NLRP1 and PTPN22 genes that are associated with an increased
risk of developing vitiligo likely affect the activity of the NLRP1 and PTPN22 proteins,
making it more difficult for the body to control inflammation and prevent the immune
system from attacking its own tissues.

Studies indicate that variations in a number of other genes also affect the risk of vitiligo.
Many of these genes are also involved in immune system function or melanocyte
biology, and variations in each likely make only a small contribution to vitiligo risk.
Some of the gene changes associated with an increased risk of vitiligo have also been
associated with an increased risk of other autoimmune conditions.

It is unclear what specific circumstances trigger the immune system to attack
melanocytes in the skin. Research suggests that the immune system of affected
individuals may react abnormally to melanocytes that are stressed by factors such as
chemicals or ultraviolet radiation. In addition, the melanocytes of people with vitiligo
may be more susceptible to stress than those of the general population and therefore
may be more likely to be attacked by the immune system. The condition probably
results from a combination of genetic and environmental factors, most of which have
not been identified.

Inheritance Pattern

Vitiligo sometimes runs in families, but the inheritance pattern is complex since multiple
causative factors are involved. About one-fifth of people with this condition have at least
one close relative who is also affected.

Other Names for This Condition

• VTLG

Diagnosis & Management

Genetic Testing

• Genetic Testing Registry: Vitiligo
https://www.ncbi.nlm.nih.gov/gtr/conditions/C0042900/

Other Diagnosis and Management Resources

• Vitiligo Support International: Vitiligo Treatments and Research
http://www.vitiligosupport.org/treatments_and_research/
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General Information from MedlinePlus

• Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

• Drug Therapy
https://medlineplus.gov/drugtherapy.html

• Genetic Counseling
https://medlineplus.gov/geneticcounseling.html

• Palliative Care
https://medlineplus.gov/palliativecare.html

• Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html

Additional Information & Resources

MedlinePlus

• Encyclopedia: Vitiligo
https://medlineplus.gov/ency/article/000831.htm

• Health Topic: Vitiligo
https://medlineplus.gov/vitiligo.html

Genetic and Rare Diseases Information Center

• Vitiligo
https://rarediseases.info.nih.gov/diseases/10751/vitiligo

Additional NIH Resources

• National Institute of Arthritis and Musculoskeletal and Skin Diseases (NIAMS)
https://www.niams.nih.gov/Health_Info/Vitiligo/

Educational Resources

• Disease InfoSearch: Vitiligo
http://www.diseaseinfosearch.org/Vitiligo/7406

• KidsHealth
http://kidshealth.org/en/parents/vitiligo.html

• Merck Manual Consumer Version
http://www.merckmanuals.com/home/skin-disorders/pigment-disorders/vitiligo

• Orphanet: Vitiligo
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=EN&Expert=3435
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Patient Support and Advocacy Resources

• Vitiligo Research Foundation
http://vrfoundation.org/

• Vitiligo Support International
http://www.vitiligosupport.org/front_page.cfm

ClinicalTrials.gov

• ClinicalTrials.gov
https://clinicaltrials.gov/ct2/results?cond=%22vitiligo%22

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28Vitiligo%5BMAJR%5D%29+AND
+%28vitiligo%5BTI%5D%29+AND+review%5Bpt%5D+AND+english%5Bla%5D
+AND+human%5Bmh%5D+AND+%22last+1440+days%22%5Bdp%5D

OMIM

• VITILIGO-ASSOCIATED MULTIPLE AUTOIMMUNE DISEASE SUSCEPTIBILITY
6
http://omim.org/entry/193200
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